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INTRODUCTION Partothenato kese-associaled neurodegeneraton, 

* wa an ‘was frst described by two Gorman sciotsts, 
Iaceeuvernarone Swto'om sya mation row amide and Spats in 1022 Sten stggea 
{Gene on chromosome 20, which encodes to make an iS disease is rare, aflectng one ina, milton 
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it presont marty ithe bras crural narvous system Feulmert, Deense dagnoved i crldhood is mosly 
ioe gan, eng te orm, tee So ra ais te as Sea 


er Beemer femal brain caciicaton, primary psychiatre 

Revised" jpso2022 ‘eorders and ‘Patents with the 

‘Acepie. orssa022 accra ype ‘ot Hallervorden-Spatr disease’ sre 
‘Ont: E4202 


‘mostly confirmed with DNA analysis. However 
‘typical patients ofthis disorder typicaby have speach 
land movement disorders and are Sagnosed with ML 
land DNA analysis fr the PAN? variant leven the 
Slassical stale of sease, 4+-phosphopantothenate 
levels and feriin levels determine the cysteine von 
‘complex formation inthe brain. whichis the signiicant 
Source of oxdatve sess causing tesue damage that 


thei ile within fe years. The disease i progressive. 
land despite Weatment the photoreceptors reduce wah 
time, which may cause Bindness and disk the 
contol and balance of the body" 

CASE: 

This fs a case of a nine-year-okt git, the fth child 
from a consanguineous marrage. She presented wth 
Ayatonia since age two, speach daturbance, dticulty 
waking. and frequent fale forthe last four months. 
The developmental migstones were achoved up 10 


had a history of mutiple visits Yo a local physician ae 
‘ome spctual hoalers. No other family members had 
sitar or other movement disorders. Andhvopometric 
‘examination revealed she had a height of 130m and 
{2 weight of 20kg, which ay tthe 15° percentile. 

Gn" prosentaton, she was. Willy stable but had 


peraistont “dystonic “movements “characterized by 
generalized hyperionia, sustained ‘contracton of 
‘muscles and repetve abnormal movernents of arms 
fand_ neck ‘with abnormal posturing. Her cognitive 
finctone were intact, Hee vision and hearing were 
‘expected, but she could only produce sounds and not 
Speak appropriate words. Her sensory and motot 
Systems were unchanged except for power which was 
5 eval four imbs, and her gat war staxe. The rest 
of he examination was unremarkable 

‘Along with the baseline workup, serum ceruloplasmin 
‘was sant Yor Wison's disease, andi EEG was done 
within normal imits. Eye examination was 
Unremarkable” MAI bran wih conirast showed 
fbnormal signal intensity, wih changes inthe biatral 
deep parielal tasal ganglia regon These were 
hryponfense on TZ. weighted and flare images 
suggestive of the tiger eye sign seen in NBIA 
(neurodegeneratve brain disorder wih on 


‘accumulaton) (Figure 1). To confrm our diagnosis 
‘panel wat sent to The Inviae Diagnostic 


hheterarygous mutation fr the said gene (Figure Ml A, 
1B), Based on cinical presentation, MRI brain and 
PANK-2 gone mutation. the patent was dagnosed 
wit a Halervorden-Spatz disease. She was kept on 
‘Tab thexyphenay, Tab Tuanidne and Tab, and 
‘Tetrbonazne wih followup advee. Speech therapy 
land exercise wit) an atored diot were advised 10 
facktate communication and tuncional skit 
FIGURE I: TIGER EVE SIGN APPEARANCE IN MRI 
[BRAIN IMAGING 


FIGURE I: GENETIC PANEL FOR PANK.? GENE IN 


‘THE PATIENT 
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FIGURE lA: GENETIC PANEL OF THE MOTHER 
FOR THE PANK-2 GENE 
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FIGURE lll B: GENETIC PANEL OF FATHER FOR 
PANK:2 GENE 


‘and interpreted within the context of other laboratory 
‘esuls, cnical findings, and fara history. Testing 
parents forthe vararts was done, and two vananis of 
Greertan signfieanes (VUS)c307A*C  (p. 
‘Met133Leu) (homozygous) were ientiied in PANK2, 
‘Given the facing. complementary family studios as a 
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